mery-Dreifuss muscular dystrophy (EDMD)
is a rare condition which mainly affects the skeletal and cardiac muscles (1) . Cardiac conduction defects usually occur and almost all patients have heart problems by adulthood. These cardiac abnormalities can lead to bradycardia, fainting, and an increased risk of stroke and sudden death (2) .
One of the earliest symptoms are contractures, which restrict the movement of certain joints. Most affected individuals also experience slowly progressive muscle weakness and wasting (3).
EDMD is genetically heterogeneous and can occur in X-linked dominant (X-LD), autosomal dominant (AD) and autosomal recessive (AR) forms. The X-LD is the most common type which is usually caused by mutation in EMD or FHL1 genes (4). Here we described one of the largest EMDM families reported so far. 11 men were affected in this family with a nonsense mutation in EMD gene.
The mutated gene was inherited from their carrier mothers. To the best of our knowledge, this is also the first report of genetic study of EMDM from
Iran.
